Case reports reported as normal, 46,XX. Physical and speech therapy were begun at two and a half years of age. The speech therapist, surprised by the patient's progress, questioned the diagnosis of SLO syndrome and referred her for re-evaluation. Family history was remarkable for a paternal first cousin who died at birth owing to a hypoplastic left heart. No chromosome studies had been done on this infant. There was no consanguinity in the family and the proband's six year old male sib was normal.
Physical examination revealed an active, alert child. Height was 96 cm (75th centile), weight 13 kg (25th centile), and head circumference was 48 cm (35th centile). Head Many patients with multiple malformations with reportedly normal chromosomes may actually possess cytogenetically undetectable abnormalities. A substantial portion of genetic material would have to be deleted, duplicated, or inverted for cytogenetic identification to be possible. The single extra band discovered on the distal long arm of chromosome 2, which was not noted in the patient on two previous cytogenetic analyses, is readily visible (fig 2) . The detection of unbalanced translocations in mentally retarded subjects with previously reported normal karyotypes has been substantially improved by cytogenetic advances.4 Due to the small size of the extra chromosome segment, and because both parents' chromosomes were normal, it was not possible to determine the origin of the additional chromosomal material.
Elucidation of an unbalanced chromosome complement in our patient significantly altered genetic counselling information for the family. Instead of the 25% recurrence risk of SLO syndrome as was given previously, the recurrence risk for a subsequent offspring with a de novo chromosomal disorder is vastly reduced to much less than 1%. Additionally, prenatal diagnosis can be offered to determine the chromosomal status of subsequent pregnancies.
Persistence in searching for the aetiology of this child's disorder resulted in a completely different diagnosis from that determined initially. The patient's diagnosis, although atypical of SLO syndrome, would have undoubtedly remained unchanged if not for detailed cytogenetic analysis. Chromosome analysis is appropriate for persons with features .Z "
